Two reciprocal translocations associated with microcephaly and retardation SUMMARY The first case is reported of a karyotype containing two apparently unrelated reciprocal translocations, involving chromosomes 1, 2, 5, and 7. It is suggested that the patient's psychomotor retardation and microcephaly may be the result of the loss of a small amount of chromosomal material accompanying these translocations.
This report describes a 2-year-old white boy with psychomotor retardation, microcephaly, and two apparently balanced reciprocal translocations, one between chromosomes 1 and 2, the other between 5 and 7. When admitted to hospital at age 2 years his weight was 14.6 kg (90th centile for age), his height was 98 cm (above the 97th centile), and his head circumference was 47 cm (below the 3rd centile). He had a diffuse angiomatous lesion on the right temporal scalp and prominent epicanthal folds (Fig. 1 Fig. 2 Karyotype 46,XY,t(1;2)(Jp2p;lq2q),t(5;7) (q2J;q3J). 20 cells counted, with 4 abnormal chromosomes, replacing 1, 2, 5, and 7 (Fig. 2 ). These were interpreted to be the result of two reciprocal translocations, one an exchange at the centromere between chromosomes 1 and 2, the other an exchange between the long arm of 5 and the long arm of 7, with the chromosome complement expressed as: 46,XY,t(1 ;2)(lp2p ;lq2q), t(5;7)(q21 ;q31) (Paris Conference (1971), Supplement (1975) 
